Supplemental figures and tables
. TSPY1 (MIM 480100) array analysis by pulsed-field gel electrophoresis in affected and unaffected DFNY1 (MIM: 400043) family members. Samples from the pedigree in Figure 1 are: 105 (VI-14), 102 (VI-35), 101 (VII-24) (unaffected) and 89 (VII-17), 85 (VIII16) and 66 (VIII-24) (affected). High molecular weight DNA from lymphoblastoid cell lines was prepared in agarose plugs, digested with XbaI, fractionated by pulsed-field gel electrophoresis on a 'Waltzer' apparatus, transferred to HybondN+ nylon membrane and hybridized to 32 P-labelled cloned fragments from the TSPY1 array as described elsewhere 1 . Size markers were bacteriophage λ concatemers. Note the additional array of ~200kb shared by the three samples from the affected branch of the family. Figure S2A . PCR validation of Junction 1, simple, using breakpoint primers (Supplemental Table 4 ). Marker (BioLine HyperLadder I), empty lane, DFNY1-101(unaffected), . Note the presence of the control amplified fragment (1,785bp, both samples) and the DFNY1-66-specific PCR product of 533bp. Figure S3A . PCR validation of Junction 2, complex, using breakpoint primers (Supplemental Table 4 ). Marker (BioLine HyperLadder I), empty lane, DFNY1-101(unaffected), . Note the DFNY1-66-specific PCR product of 1,070bp. Table 4 ). chrY: 10,520,000-10,370,000 chrY: 9,910,000-9,760,000 chrY: 9,810, 000-10,130,205 chrY: 9,200,000-9,520,205 Junction 1, simple, left primer chrY: 10,130,098 -10,130,126 chrY: 9,520,098-9,520,127
Junction 1, simple, right primer chr1: 158, 426, 426, 540 chr1: 160, 159, 159, 916 Junction 2, complex, left primer chr1: 158, 585, 585, 406 chr1: 160, 318, 318, 782; Junction 2, complex, right primer chrY: 10, 710, 710, 257 chrY: 10, 100, 100, 257 Control left primer chr11: 66,071,811-66,071,833 chr11: 66,315,235-66,315,257 Control right primer chr11: 66,073,573-66,073,595 chr11: 66,316,997-66,317,019 
